The patient was born in 1959, when the father was 31 and the mother 34 years old. He was the last of five children. The first child, a female with spina bifida, died at 3 months. A second pregnancy ended with a spontaneous abortion during the first trimester. The patient has three living sisters, aged 19, 22, and 23, respectively. Two of these are married, and one has a child with a normal phenotype.
Since the age of 12 the patient has been treated with androgen substitutive therapy for testicular hypoplasia. Satisfactory pubertal physical development was achieved, but no effect on sexual behaviour, which continued to show prepubertal features, was observed.
At the age of 17 a testicular biopsy was performed. Histological examination showed a thickening of all basement membranes and marked atrophy of germinal cells.
On physical examination the patient had normal body proportions; his height was 177 cm, his weight 66 kg. His face was expressionless. Body and pubic hair were normally distributed and on his face he had sparse hair and acne. Gynaecomastia was not present. The penis was of normal size and both testes were small and soft (fig 1) .
Hormonal studies showed plasma levels of testosterone, LH, and FSH to be similar to those found in patients with Klinefelter's syndrome. Endocrinological findings are described in another report (Borghi et a!, in preparation).
The subject first came to our hospital at the age of 18.
CYTOGENETIC STUDIES
In a buccal smear 20% X chromatin-positive nuclei were found and some cells showed a double X chromatin body. All Subsequently, the Y line is probably eliminated during the following cell divisions.3 4 5 As the genetic information for male differentiation is located in a very small portion of the juxtacentromeric region of the Y chromosome,6 7 the hypothesis that non-fluorescent material might have been translocated from the Y to an autosome or to an X chromosome must also be considered. XX males with increased length of the short arm The possibility of failed inactivation of the maledetermining genes, presumably located on the X chromosome, has also been suggested by some authors.5 12 Finally, the presence of mosaicism, with an extremely circumscribed Y cell line, must be considered.13 14 
